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Multiple cardiac rhabdomyomas: tuberous

sclerosis or not?

Orhan Uzun, Gina McGawley, Gillian A Wharton

A 27 year old woman with nine previous preg-
nancies was referred for a fetal scan. Family his-
tory revealed that her previous child and the
father both had tuberous sclerosis. Tumours
were detected antenatally; at 20 weeks’ gesta-
tion a small mass was visible in the right ventri-
cle and by 36 weeks’ the right ventricular
tumour had enlarged considerably, there were
also small masses visible in the left ventricle.
The rest of the pregnancy and the delivery were
uncomplicated.

Postnatal examination showed a well
neonate with no abnormal findings other than a
soft systolic murmur in the pulmonary area.
Cardiac ultrasound revealed multiple small
sized tumours in the left ventricular apex, and
at least four tumours in the right ventricle. The
largest was a multilobed tumour located in the
right ventricular apex causing mild infundibular
pulmonary stenosis (figure). There were no
other clinical markers of tuberous sclerosis at
birth.

Six months later the child remained well, but
patchy skin depigmentation typical of tuberous
sclerosis had developed. His electrocardiogram
was normal with no evidence of pre-excitation.
Repeat echocardiogram showed good left ven-
tricular function with regressing multiple rhab-
domyomas in the left ventricle compared with
the previous scan, but right ventricular masses,
in particular the one in the right ventricular
outflow, appeared to be larger. There was

a Doppler estimated gradient of 40 mm Hg
across the pulmonary infundibulum.

Discussion

Rhabdomyoma is the most common cardiac
tumour in infancy and childhood. The majority
of the tumours is multiple and most frequently
located in the ventricular myocardium; at least
half of them have intracavitary extension.
Rhabdomyoma is regarded to be a hamartoma
and not capable of mitotic division after birth';
often tumour undergoes spontaneous regres-
sion postnatally.?® Treatment of rhabdomyoma
is conservative, unless there are life threatening
obstructions or arrhythmias surgery is not indi-
cated.* The diagnosis has major implications
because of the strong association with tuberous
sclerosis, particularly when the tumours are
multiple. Detection of cardiac rhabdomyoma is
now considered to be an important antenatal
marker of tuberous sclerosis.’
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A neonatal echocardiogram (A) in apical four chamber view and (B) in short axis parasternal view. Multiple rhabdomyomas (arrowed) are visible in
both ventricles, the largest being multilobed and located in the right ventricular outflow tract, causing mild infundibular obstruction (peak flow velociry
2-5mls).



